Chloride channel 2 (ClC-2) is one of nine ClC family proteins and is encoded by CLCN2. We report the first patient with a CLCN2 mutation in Japan. A 22-month-old female had generalized tonic-clonic convulsions at the age of 3 months. Brain MRI showed high signals in the bilateral cerebellar white matter including the dentate nucleus, dorsal midbrain, and posterior limbs of the internal capsules in diffusion-weighted images, and apparent diffusion coefficient values were low in the same areas. Antiepileptic drugs were effective, and she had neither intellectual disabilities nor motor disturbance.
Introduction
ClC-2 is a chloride channel in the plasma membrane. Although the roles of ClC-2 are still unclear, it is considered to regulate brain ions and water homeostasis in humans [1] . CLCN2 encodes ClC-2, and various mutations of CLCN2 had been reported. Biallelic mutations are usually found in patients with CLCN2-related leukoencephalopathy (CC2L).
Here, we describe the first patient with a CLCN2 mutation in Japan. The patient has a novel homozygous mutation in CLCN2 and shows atypical clinical findings compared with previously reported CC2L patients.
Case report
A 22-month-old female was the first child of nonconsanguineous healthy Japanese parents. Their family history was unremarkable. 
